Analytical methods
Bidirectional sequencing of genomic DNA is the routine analytical method both for males and females. If no disease-causing mutation has been found, in particular in a female, dosage testing should be performed by qPCR or MLPA.
Analytical validation
Bi-directional sequencing of genomic DNA. After the index case was tested, additional family members (and/or control samples) should be genotyped. The results obtained should be compared with database entries (www.x-ald.nl) and data in the literature. Verification of the sequence variants found by sequencing is done with an independent molecular genetic method (eg, restriction analysis, ASO-PCR, and so on). Quality control is important through sample exchange.
1.8 Estimated frequency of the disease (incidence at birth ('birth prevalence') or population prevalence) Birth prevalence of hemizygotes is about 1:42 000 and that of hemizygotes plus heterozygotes is about 1:16 800. The use of Lorenzo's oil may reduce the risk for the childhood cerebral phenotype when administered to asymptomatic boys carrying a disease-causing mutation.
